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Book one of the New York Times-bestselling All Souls trilogy—"a wonderfully imaginative grown-up fantasy with all the magic of Harry Potter
and Twilight” (People). Look for the hit TV series “A Discovery of Witches,” streaming on AMC Plus, Sundance Now and Shudder. Season 2
premieres January 9, 2021! Deborah Harkness’s sparkling debut, A Discovery of Witches, has brought her into the spotlight and galvanized
fans around the world. In this tale of passion and obsession, Diana Bishop, a young scholar and a descendant of witches, discovers a long-
lost and enchanted alchemical manuscript, Ashmole 782, deep in Oxford's Bodleian Library. Its reappearance summons a fantastical
underworld, which she navigates with her leading man, vampire geneticist Matthew Clairmont. Harkness has created a universe to rival those
of Anne Rice, Diana Gabaldon, and Elizabeth Kostova, and she adds a scholar's depth to this riveting tale of magic and suspense. The story
continues in book two, Shadow of Night, and concludes with The Book of Life.
This book is by a girl with Turner syndrome, about this relatively common but little understood genetic disorder and her experiences with it. It
contains warnings, advice, and valuable tips for any family affected by Turner syndrome.
This book brings together genetics, reproductive biology and medicine for an integrative view of the emerging specialism of reproductive
genetics.
Management of the modern reproductive endocrinology and infertility clinic has become very complex. In addition to the medical and scientific
aspects, it is crucial that the modern director be aware of of incongruent fields such as marketing, accounting, management, and regulatory
issues. Reproductive Endocrinology and Infertility: Integrating Modern Clinical and Laboratory Practice was developed to assist the practicing
reproductive endocrinologist and/or laboratory director by providing an overview of relevant scientific, medical, and management issues in a
single volume. Experts in all pertinent areas present concise, practical, evidence-based summaries of relevant topics, producing a key
resource for physicians and scientists engaged in this exciting field of medicine. As novel technologies continue to amplify, Reproductive
Endocrinology and Infertility: Integrating Modern Clinical and Laboratory Practice offers insight into development, and imparts extra
confidence to practitioners in handling the many demands presented by their work.
The purpose of this manual is to provide an educational genetics resource for individuals, families, and health professionals in the New York -
Mid-Atlantic region and increase awareness of specialty care in genetics. The manual begins with a basic introduction to genetics concepts,
followed by a description of the different types and applications of genetic tests. It also provides information about diagnosis of genetic
disease, family history, newborn screening, and genetic counseling. Resources are included to assist in patient care, patient and professional
education, and identification of specialty genetics services within the New York - Mid-Atlantic region. At the end of each section, a list of
references is provided for additional information. Appendices can be copied for reference and offered to patients. These take-home resources
are critical to helping both providers and patients understand some of the basic concepts and applications of genetics and genomics.
The bestselling guide to the medical management of common genetic syndromes —now fully revised and expanded A review in the American
Journal of Medical Genetics heralded the first edition of Management of Genetic Syndromes as an "unparalleled collection of knowledge."
Since publication of the first edition, improvements in the molecular diagnostic testing of genetic conditions have greatly facilitated the
identification of affected individuals. This thorough revision of the critically acclaimed bestseller offers original insights into the medical
management of sixty common genetic syndromes seen in children and adults, and incorporates new research findings and the latest
advances in diagnosis and treatment of these disorders. Expanded to cover five new syndromes, this comprehensive new edition also
features updates of chapters from the previous editions. Each chapter is written by an expert with extensive direct professional experience
with that disorder and incorporates thoroughly updated material on new genetic findings, consensus diagnostic criteria, and management
strategies. Edited by two of the field's most highly esteemed experts, this landmark volume provides: A precise reference of the physical
manifestations of common genetic syndromes, clearly written for professionals and families Extensive updates, particularly in sections on
diagnostic criteria and diagnostic testing, pathogenesis, and management A tried-and-tested, user-friendly format, with each chapter including
information on incidence, etiology and pathogenesis, diagnostic criteria and testing, and differential diagnosis Up-to-date and well-written
summaries of the manifestations followed by comprehensive management guidelines, with specific advice on evaluation and treatment for
each system affected, including references to original studies and reviews A list of family support organizations and resources for
professionals and families Management of Genetic Syndromes, Third Edition is a premier source to guide family physicians, pediatricians,
internists, medical geneticists, and genetic counselors in the clinical evaluation and treatment of syndromes. It is also the reference of choice
for ancillary health professionals, educators, and families of affected individuals looking to understand appropriate guidelines for the
management of these disorders. From a review of the first edition: "An unparalleled collection of knowledge . . . unique, offering a gold mine
of information." —American Journal of Medical Genetics
Turner SyndromeSection One, a Guide for Families: Section Two, a Guide for Practitioners Toward Early Recognition and Improved
OutcomesTurner SyndromePathophysiology, Diagnosis and TreatmentSpringer Nature
Advances in cytogenetics continue to crop up in wonderful ways, and we know exponentially more about chromosomes now than mere
decades ago. Likewise, the necessary skills in offering genetic counseling continue to evolve. This new edition of Chromosome Abnormalities
in Genetic Counseling offers a practical, up-to-date guide for the genetic counselor to marshal cytogenetic data and analysis clearly and
effectively to families.
"Comprehensive and practical, this is a unique and multidisciplinary resource for the clinician caring for the girl or woman with
Turner syndrome. Although approximately one in 2000 women are affected, many have not been diagnosed; as the advent of
prenatal genetic testing becomes more prevalent, the diagnosis of Turner syndrome will be made much more frequently. There is
therefore a greater need for this single source that provides the clinician with the information required to care for this multifaceted
disorder. The opening chapters discuss the biology, genetics and current standard of care for females with Turner syndrome in
order to provide proper background and context for the remaining chapters. The main section of the book, taking a body system
approach, is comprised of chapters written by an expert in his or her subspecialty and will discuss pathophysiology and diagnosis,
as well as therapeutic options. Reproductive, cardiac, renal, endocrine, neurologic, musculoskeletal, and sensory issues and
symptoms associated with Turner syndrome are all covered in detail. Additional chapters describe current resources available to
both caregiver and patient as well as future directions for research and management. Currently, there are no similar books on the
market that take an all-inclusive, multidisciplinary approach in the care of individuals with Turner syndrome. As such, this book
should be the standard of care for management of this challenging and multifaceted condition." -- prové de l'editor.
This practical book focuses on the most recent advances in fertility preservation in oncological and non-oncological patients. It
presents the steps that need to be followed prior to treatment for successful fertility preservation, and describes in detail the
medical conditions requiring fertility preservation, including precise information on the risk of fertility loss, prognosis, risk of ovarian
metastasis and other possible risks. The book also provides information on how to perform the preservation techniques (success
rates, risks, etc.) and on what to do after the treatment (in cases of bleeding during chemotherapy, menopause, wish to conceive,
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etc.). Written by experts in the field, including members of the globally known network FertiPROTEKT and leading oncologists and
specialists, this practical and easy-to-use book is a valuable resource for all clinicians involved in fertility preservation for patients
with specific diseases
Pediatricians face many questions and challenges during patients’ transition from childhood to adulthood. Chronic diseases justify
long-term medical, psychological, educational, and social management. The establishment of networks with adult endocrinologists
is, therefore, very important to achieving optimal conditions for a successful transition period. In this book, leading experts discuss
major public health issues such as diabetes and obesity. They also review genetic diseases, including Turner syndrome and
congenital adrenal hyperplasia. All clinical cases are presented in a focused way to highlight any issues which might be discussed
by the doctor with patients and family. Psychological approaches are debated as are proposals for defining specific tools to
encourage autonomy during this life period. This book is a valuable tool and will be helpful in answering many questions for
endocrinologists, adult and pediatric, dedicated to the long-term management of patients with chronic diseases.
NONVERBAL LEARNING DISABILITIES systematically identifies, describes, and explains the elements and dynamics of the
nonverbal learning disabilities (NLD) syndrome--including its neuropsychological, academic, and socioemotional/adaptational
aspects. In addition, this groundbreaking work explores the ramifications of the NLD syndrome for both the theoretical and applied
aspects of the neuropsychology of learning disabilities in particular and for the field of child-clinical neuropsychology in general.
This comprehensive guide to X and Y chromosome aneuploidy is written in lay language for affected individuals and their families,
providing an authoritative volume that explains X and Y chromosome variations in clear and accurate terms. These surprisingly
common genetic conditions, affecting 1 in 500 individuals, include Klinefelter syndrome, Trisomy X and 47,XYY. This guide
provides a lifespan approach to the three trisomy conditions, as well as their less common variations involving 48 and 49
chromosomes. Readers are provided clear explanations of the genetics involved, diagnosis and disclosure issues, development
from infancy through early adulthood, potential health and fertility concerns, and educational and psychosocial considerations. The
text is illustrated with actual quotations from those who live with the disorders, and provides not only descriptions of potential
concerns, but also strategies for successfully addressing the challenges that may develop.
A Mighty Girl Best Book of 2020! From debut author Sarah Allen comes a pitch-perfect, heartwarming middle grade novel about
growing up, finding yourself, and loving people with everything you’re made of. Twelve-year-old Libby Monroe is great at science,
being optimistic, and talking to her famous, accomplished friends (okay, maybe that last one is only in her head). She’s not great
at playing piano, sitting still, or figuring out how to say the right thing at the right time in real life. Libby was born with Turner
Syndrome, and that makes some things hard. But she has lots of people who love her, and that makes her pretty lucky. When her
big sister Nonny tells her she’s pregnant, Libby is thrilled—but worried. Nonny and her husband are in a financial black hole, and
Libby knows that babies aren’t always born healthy. So she strikes a deal with the universe: She’ll enter a contest with a project
about Cecilia Payne, the first person to discover what stars are made of. If she wins the grand prize and gives all that money to
Nonny’s family, then the baby will be perfect. Does she have what it takes to care for the sister that has always cared for her? And
what will it take for the universe to notice?
This volume, written by renowned experts, provides complete coverage of the main genetic conditions associated with diabetes.
Divided into five sections, it offers insights into genetic defects involving the pancreatic beta cell, extreme insulin resistance,
ciliopathies, obesity and glucose metabolism, chromosomal defects, and other genetic conditions associated with increased
susceptibility to diabetes. Other topics include the various subtypes of monogenic diabetes, such as the neonatal form and the
Wolfram syndrome, as well as chromosomal defects leading to complex conditions affiliated with diabetes, like Trisomy 21 or
Prader-Willi syndrome. There are also chapters dedicated to the poorly explored relationships between metabolism and
neurodegenerative disorders like Friedreich’s ataxia and muscular dystrophy. This book is a reference for every pediatric and
adult endocrinologist and diabetologist, even experienced ones, with an interest in the intricacies and protean aspects of disorders
of glucose metabolism secondary to genetic diseases.
In Nonverbal Learning Disabilities: The Syndrome and the Model, the "white matter" model was designed to encompass the
complex manifestations and neurophysiological underpinnings of the NLD syndrome. Now, evidence that bears upon the white
matter model has been gathered into a single volume. Building upon his previous work on NLD, Rourke explores the ramifications
of NLD in the neuropsychology of learning disabilities and in pediatric neurological disease, disorder, and dysfunction.
Supported by the latest scientific data, this book serves as a guide to the clinical assessment of women’s health during the second half of life
(post-reproductive years), including approaches to the management of the most frequent age-related diseases and disorders and the most
recent advances in treatment. In addition, it discusses preventive aspects of healthcare in post-reproductive women, identifying lifestyle
measures to enhance healthy aging. By highlighting research gaps, it promotes the development of quick and easy-to-use assessment tools
and predictive markers of age-related co-morbidities. As such, the book is a valuable resource for researchers and clinicians alike.
Would you be able to recognize the symptoms of a genetic chromosomal condition that affects one in every 2,500 female births? Would you
know enough about the condition to inform others? Information was not as available in the past, often leaving a non-informed mother to have
no other option than to shove the issue in a closet of denial and lock the door to keep the unknown at bay. Frustrated with little known facts
and a support system can leave a family to move on in life and not spend needless time in worry. After all, it was mostly seen as a cosmetic
inconvenience rather than a major health concern. So what if some people are short. Loving a Leaping Butterfly invites you into the
relationship between a mother and daughter affected by issues related to Turner syndrome as they traveled many times in the dark with little
information. Discover how the condition can have a ripple effect on other family members as well. Loving a Leaping Butterfly will take you
from the cradle to the grave with a story that can make a grown man cry. Journey with them through the ups and downs of life and experience
how God uses times of trials, tribulation, wrong decisions, and great pain to minister to others in a way that is unique. Witness how nothing is
an accident with a sovereign God who is the creator of every human life. Enjoy the victory of what is being done today to crush the ignorance
of Turner syndrome and those who are dedicated to creating awareness and providing a global support system. What is it that makes many
so passionate to provide a world for this and the generations to come? You will fall in love with those who are affected by this condition by
seeing the world through their eyes as you discover how they are able to pollinate with the attraction to ultra violet colors of the world. Accept
that their sense of urgency is not the same as those that take life for granted.
This book is a heartwarming story of one TS womans journey of agony and pain, acceptance, and unconditional love. Join her as she
educates you about TS and tells you about her unbelievable voyage across the world to finally find her two amazing children and the
relentless dedication to achieve the family she and her husband always dreamed of. This voyage created a deep passion to support other TS
families and allowed her to meet some incredible people along the way. This book will describe how her diagnosis of TS allowed her to
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educate the public about this rare chromosomal disorder with accurate information, break down TS stereotypes/misconceptions, and bring
hope and support to newly diagnosed TS families. She has been fortunate to do this in many ways and continues doing so today on a
national level through the Turner Syndrome Society of the US. (TSSUS). This is an opportunity to share with TS individuals and their family
and friends her story of living with TS and the true and honest feelings revealed through different life experiences and its affects. You wont
want to miss this intriguing story of an amazing roller-coaster ride of discrimination, three emotional IVF attempts, the miracle of how she and
her husband found their two adoptions, and the awesome work being done today to help TS individuals lead a normal and productive life.
This book will also offer a wide range of medical and support resources and offer hope and inspiration to newly diagnosed families who think
they are out there all alone raising their TS daughter.
This volume is a step-by-step guide for anyone who wants to know about the causes of asthma and how it can be prevented and treated.
This book presents the findings of the RCOG Study Group findings on genetics underlying reproductive function.
With the compassion of Jodi Picoult and the medical realism of Atul Gawande, real-life anesthesiologist Carol Cassella’s riveting national
bestseller seamlessly melds compelling women’s fiction and medical drama to create an “involving debut that’s just what the doctor
ordered” (People). Dr. Marie Heaton is an anesthesiologist at the height of her profession. She has worked, lived, and breathed her career
since medical school, and she now practices at a top Seattle hospital. Marie has carefully constructed and constricted her life according to
empirical truths, to the science and art of medicine. But when her tried-and-true formula suddenly deserts her during a routine surgery, she
must explain the nightmarish operating room disaster and face the resulting malpractice suit. Marie’s best friend, colleague, and former lover,
Dr. Joe Hillary, becomes her closest confidante as she twists through depositions, accusations and a remorseful preoccupation with the
mother of the patient in question. As she struggles to salvage her career and reputation, Marie must face hard truths about the path she’s
chosen, the bridges she’s burned, and the colleagues and superiors she’s mistaken for friends. A quieter crisis is simultaneously unfolding
within Marie’s family. Her aging father is losing his sight and approaching an awkward dependency on Marie and her sister, Lori. But Lori has
taken a more traditional path than Marie and is busy raising a family. Although Marie has been estranged from her Texas roots for decades,
the ultimate responsibility for their father’s care is falling on her. As her carefully structured life begins to collapse, Marie confronts questions
of love and betrayal, family bonds and the price of her own choices. Set against the natural splendor of Seattle, and inside the closed vaults
of hospital operating rooms, Oxygen climaxes in a final twist that is as heartrending as it is redeeming.
A state-of-the-art and concise guide to the clinical management of pediatric endocrine disorders, the second edition of the highly regarded
Pediatric Endocrinology: A Practical Clinical Guide covers the most common and challenging conditions seen by practicing endocrinologists
and primary care physicians, including growth, hypothalamic, pituitary, adrenal, thyroid, calcium and bone, and reproductive disorders, as well
as metabolic syndromes. This expanded second edition includes new topics being seen more commonly in pediatric endocrinology practices
related to obesity and type 2 diabetes mellitus and lipid disorders. Each chapter contains an introductory discussion of the problem, a review
of the clinical features that characterize it, the criteria needed to establish a diagnosis, and a comprehensive therapy section delineating the
risks and benefits of the best therapeutic options available. Invaluable tables summarize the critical factors in etiology, clinical presentation,
diagnosis, and therapeutic dosages. Pediatric Endocrinology: A Practical Clinical Guide, Second Edition, is a comprehensive resource for all
clinicians concerned with the myriad endocrinologic disorders seen in children and adolescents.
Turner syndrome (TS) is a relatively common chromosomal disorder affecting approximately 1 in 2000 live female births. Short stature is the
most common clinical presentation of the syndrome; it is observed in 80 % to 100 % of the girls with TS. Growth is stunted to a variable
degree at different phases of childhood and adolescence in TS. Although there is consensus on treating growth failure as early as possible,
there is ongoing research to ameliorate final height in TS girls. The co-existence of primary ovarian failure in girls with TS further complicates
the management of short stature. It remains to be determined what is the best age to begin treatment for pubertal induction and/or
maintenance of puberty; the best compound, dose, or protocol to induce puberty. TS patients have increased mortality and morbidity due to
cardiovascular (CV) complications and multiple risk factors for ischaemic heart disease, including hypertension, insulin resistance and
dyslipidaemia. The CV phenotype can be better assessed through identification of surrogate risk markers and the relationship of these
markers with TS - associated traits. There are very few comprehensive studies on the dynamics of arterial tree and the associations of these
dynamics with influential factors in young TS patients. Deregulated signalling within the GH-IGF1 axis may extend beyond the realm of
physical stature in TS, resulting in effects on the CV system and other organ systems. Although GH deficiency is associated with CV risk, and
excess of GH is also associated with increased CV risk. Because TS patients receive supraphysiological doses of GH, there may be
increased risks for CV complications, although retrospective studies failed to document such an association. There are still other unknown
issues in the area of TS and CV issues such as the definitions of “abnormal” aortic diameters, high blood pressure. There is scarce data
regarding how we can prevent catastrophic CV events in girls and women with TS. There is a call for prospective studies regarding the
pathogenesis, diagnosis and prevention of CV disease in TS.TS patients usually have psychological problems related to self-confidence and
self-respect due to the high burden of health-related issues they have to cope with at different stages of life. There remains controversy on
how to support them to accept their differences and empower them to take an active role in their care. This e-book intends to provide insight
on hot topics of debate in TS. The e-book is subdivided into small sections to describe the content of the articles such as growth, puberty,
cardiovascular issues, metabolic issues, autoimmunity, cognitive and psychosocial issues to facilitate reading. We hope it will serve as a
reference tool for clinicians and researchers who are involved in the diagnosis and management of females with TS.
Neurological Syndromes: A Clinical Guide to Symptoms and Diagnosis offers a concise, invaluable resource for
understanding how a group of neurologic symptoms or signs collectively characterize a disease or disorder. Intended as
a quick reference guide to the better known and some less familiar syndromes of neurological interest and developed by
a renowned pediatric neurologist with more than 40 years experience in treating children, adolescents, and young adults,
this handy title provides a definition of each syndrome that includes diagnostic characteristics and abnormalities, a
differential diagnosis, genetic considerations, and a short list of references. To those readers who can recall the name of
a syndrome, the alphabetical presentation should facilitate a review of the major diagnostic characteristics. The original
reference is provided for historical interest, and review articles are included to show recent advances in etiology and
treatment. The index is arranged in alphabetical order of the named syndromes and also according to the involvement of
various organs in addition to the nervous system. A unique contribution to the literature, Neurological Syndromes: A
Clinical Guide to Symptoms and Diagnosis will be of great interest to the wide variety of clinicians treating patients with
neurologic disease.
Introduces human sexuality, describes the changes brought about by puberty, and discusses sexual abuse, sexually
transmitted diseases, AIDS, and pregnancy.
In this book, internationally recognized experts review the most important advances regarding the group of human
developmental disorders caused by constitutive dysregulation of the Ras-MAPK signalling pathway, including Noonan,
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cardiofaciocutaneous, LEOPARD and Costello syndromes. A historical overview given by Jacqueline Noonan is followed
by chapters dedicated to comprehensive clinical summaries of each condition and up-to-date reviews on associated gene
mutations and molecular pathomechanisms. Genotypephenotype correlations are outlined. Further topics include the
characterization and underlying mechanisms of common abnormalities in these syndromes such as growth failure, heart
defects, and tumor risk. Animal models and the relation to neurofibromatosis type 1 are discussed. The final chapter
covers the critical area of treatment including prospects emerging from an improved understanding of the
pathophysiology of these disorders. Providing a concise overview of a very rapidly developing field and suggesting ways
how to integrate the latest findings from basic molecular research into clinical practice, this book will be of interest to
clinical geneticists, pediatricians, pediatric cardiologists, and pediatric endocrinologists, as well as to human molecular
geneticists and other basic researchers working on the RAS pathway.
Turner syndrome, a condition that affects only females, results when one of the X chromosomes (sex chromosomes) is
missing or partially missing. Turner syndrome can cause a variety of medical and developmental problems, including
short height, failure of the ovaries to develop, and heart defects. This book is storytelling about a girl who found out she
has a form of Turner syndrome when she was 16. It was difficult to see how anything positive was going to come out of
the new journey she was faced with. The journey has not always been easy but, through everything, she has become a
stronger person and learned a lot.
Chromosome Identification—Technique and Applications in Biology and Medicine contains the proceedings of the Twenty-
Third Nobel Symposium held at the Royal Swedish Academy of Sciences in Stockholm, Sweden, on September
25-27,1972. The papers review advances in chromosome banding techniques and their applications in biology and
medicine. Techniques for the study of pattern constancy and for rapid karyotype analysis are discussed, along with
cytological procedures; karyotypes in different organisms; somatic cell hybridization; and chemical composition of
chromosomes. This book is comprised of 51 chapters divided into nine sections and begins with a survey of the
cytological procedures, including fluorescence banding techniques, constitutive heterochromatin (C-band) technique, and
Giemsa banding technique. The following chapters explore computerized statistical analysis of banding pattern; the use
of distribution functions to describe integrated profiles of human chromosomes; the uniqueness of the human karyotype;
and the application of somatic cell hybridization to the study of gene linkage and complementation. The mechanisms for
certain chromosome aberration are also analyzed, together with fluorescent banding agents and differential staining of
human chromosomes after oxidation treatment. This monograph will be of interest to practitioners in the fields of biology
and medicine.
For 20 years, KIGS (Pfizer International Growth Database) has provided an outstanding tool for monitoring the use,
efficacy and safety of growth hormone (GH) treatment in children with short stature of varying origin. This volume offers a
comprehensive update of the continuing experiences in KIGS and is based on data from more than 50 countries and
more than 60,000 patients. International experts analyse in detail the basic auxological characteristics of patients and
their response to GH treatment for a broad spectrum of growth disorders. These include idiopathic GH deficiency, organic
GH deficiency due to a variety of causes such as congenital malformations and syndromes, genetic disorders or
treatment for leukaemia or central nervous system tumours and short stature in children born small for gestational age,
specific syndromes and systemic disorders. Each growth disorder is also covered by a review of relevant published data
by international experts. KIGS has also established itself as a primary source of information about adverse events during
long-term GH treatment in children. The recent analysis of KIGS data has revealed no new adverse drug reactions since
the 10-year follow-up. Therefore, treatment with GH seems a low-risk intervention in children and adolescents with
various growth disorders. The process of developing disease-specific growth response prediction models has been
ongoing in KIGS for many years. The available models are accurate, precise and have a relatively high degree of
predictive power, although further predictors of the growth response remain to be identified. The KIGS prediction models
can be applied prospectively to new patients, enabling their GH therapy to be better tailored and monitored to achieve
optimal growth, safety and cost outcomes. The future of KIGS within the era of evidence-based medicine will continue to
depend upon the quality of the data reported. Therefore, the commitment of participating physicians will continue to be a
decisive element. The ongoing recognition of the importance of valid safety and efficacy information in the practice of
paediatric endocrinology is exemplified by this valuable international collaboration of clinicians and the pharmaceutical
community.
Human beings normally have a total of 46 chromosomes, with each chromosome present twice, apart from the X and Y
chromosomes in males. Some three million people worldwide, however, have 47 chromosomes: they have a small
supernumerary marker chromosome (sSMC) in addition to the 46 normal ones. This sSMC can originate from any one of
the 24 human chromosomes and can have different shapes. Approximately one third of sSMC carriers show clinical
symptoms, while the remaining two thirds manifest no phenotypic effects. This guide represents the first book ever
published on this topic. It presents the latest research results on sSMC and current knowledge about the genotype-
phenotype correlation. The focus is on genetic diagnostics as well as on prenatal and fertility-related genetic counseling.
A unique feature is that research meets practice: numerous patient reports complement the clinical aspects and depict
the experiences of families living with a family member with an sSMC.
“An outstanding book. . . . Meets the needs of those in-between or curious kids who are not ready, developmentally or
emotionally, for It’s Perfectly Normal.” —Booklist (starred review) How does a baby begin? What makes a baby male or
female? How is a baby born? Children have plenty of questions about reproduction and babies—and about sex and
sexuality, too. It’s So Amazing! provides the answers—with fun, accurate, comic-book-style artwork and a clear, lively text
that reflects the interests of children age seven and up in how things work, while giving them a healthy understanding of

Page 4/5



Download Free Turner Syndrome A Guide For Parents And Patients

their bodies. Created by the author and illustrator of It’s Perfectly Normal, this forthright and funny book has been newly
updated for its fifteenth anniversary.
NORD Guide to Rare Disorders is a comprehensive, practical, authoritative guide to the diagnosis and management of
more than 800 rare diseases. The diseases are discussed in a uniform, easy-to-follow format--a brief description, signs
and symptoms, etiology, related disorders, epidemiology, standard treatment, investigational treatment, resources, and
references.The book includes a complete directory of orphan drugs, a full-color atlas of visual diagnostic signs, and a
Master Resource List of support groups and helpful organizations. An index of symptoms and key words offers
physicians valuable assistance in finding the information they need quickly.
Fulfilling the need for an easy-to-use resource on managing musculoskeletal disorders and sports injuries, this book
provides differential diagnostic workups with recommended gold standard evaluations that lead to a simple and accurate
diagnosis, followed by first-line treatment options. Organized by five sections - head and neck, upper extremity, lower
extremity, abdomen/pelvis with trunk and chest, and cervical, thoracic and lumbosacral spine - chapters present a
concise summary and move on to a description of the most common symptoms, etiology, epidemiology and/or common
causes if traumatic in nature. The best and most accepted diagnostic tests are illustrated, along with recommended
evidence-based medicine and what may be done based on community standards of care. Treatment options will be listed
in order of the most conservative to the most aggressive. This complete reference will provide primary care, physiatry,
and ER physicians, residents, PA’s and students a simple and practical approach for clinical and academic use.
This book provides current, clinically focused information on more than 400 genetic eye diseases.
Essential medical facts on over 2,000 genetic syndromes. Organized alphabetically, this book provides comprehensive
medical coverage for each syndrome, from genetic basis to manifestations to related medical considerations.
In Fragile X-Associated Tremor Ataxia Syndrome (FXTAS), the editors present information on all aspects of FXTAS,
including clinical features and current supportive management, radiological, psychological, and pathological findings,
genotype-phenotype relationships, animal models and basic molecular mechanisms. Genetic counseling issues are also
discussed. The book should serve as a resource for professionals in all fields regarding diagnosis, management, and
counseling of patients with FXTAS and their families, as well as presenting the molecular basis for disease that may lead
to the identification of new markers to predict disease risk and eventually lead to target treatments.
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